
Journal of Research in Medical Sciences| October 2013 | 926

Our study showed a significant relationship between the 
point mutations 16126T>C, 14569G>A, and 1811A>G of 
the mitochondrial genome and the risk of autism.
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Association of human 
mtDNA mutations 
with autism in Iranian 
patients

Sir,
Autism spectrum disorders (ASD) are the most heritable 
complex disorders.[1,2] Although there have been many 
efforts to locate the genes associated with ASD risk, the 
genetics of ASD has not been elucidated.[3-5] Some studies 
have confirmed the contribution of mitochondrial 
genome mutations to the pathophysiology of autism,[4,6] 
but other studies have rejected such a contribution.[7] In 
the current study (research project number #17), we have 
investigated the association between mitochondrial 
tRNA gene mutations and the risk of autism.

Deoxyribonucleic acid (DNA) was extracted from the 
blood of 24 ASD patients in the Special Medical Center 
of Tehran, Iran, during 2010-2011, and 40 age-matched, 
healthy controls (QIAamp DNA Micro kit, Germany). 
Twenty-two tRNA genes of the mitochondrial genome 
were polymerase chain reaction (PCR)-amplified, using 
12 primer pairs, and then sequenced. The sequencing 
results were screened for mutations using the clustalW 
Program and the association of the mutations with 
autism risk was assessed by statistical analysis, using 
the SPSS version 15.

Many of the observed mutations were sporadic 
mutations without any significant relationship with the 
risk of autism, while other mutations, including those of 
high frequency, showed no significant relationship with 
the risk of disease (P-value > 0.05), except mutations 
16126T>C (P-value = 0.01), 14569G>A (P-value = 0.02), 
and 1811A>G (P-value = 0.04). These three mutations 
were in the non-coding regions of the mitochondrial 
genome, near the tRNA genes. The mutation 16126T>C 
was in the mtDNA control region.
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